ABSTRACT -Chédiak-Higashi syndrome is a rare hematological disease characterized by increased fusion of cytoplasmatic granules. Neurological symptoms occur in approximately half of the patients. We describe the clinical, eletrophysiological, hematological and radiological findings in a girl who had Chédiak-Higashi syndrome and seizures.
Chédiak-Higashi syndrome (CHS) is an autosomal recessive disease characterized by increased fusion of cytoplasmatic granules 1 . Beguez-Cesar, a Cuban pediatrician, reported the first three cases of CHS in 1943. Steinbrinck reported a single case in 1948, as did Higashi in 1954. Chédiak was the first to report the hematological abnormalities in 1952. In 1955, Sato coined the eponym Chédiak-Higashi. Recently, the human CHS1 gene was mapped to chromosome 1q42-q43 2, 3 . CHS has been described in most human populations. With the exception of a cluster of cases in the Venezuelan Andes, it is very rare. Patients exhibit partial oculocutaneous albinism , increased susceptibility to infections and the presence of giant granules in leukocytes. Most of the patients manifest partial albinism in at least one of three organs, the skin, the hair or the eyes. Neurological symptoms occur in approximately half of the patients 4 . Polyneuropathy is the most common manifestation, but cranial nerve palsies, mental retardation, cerebellar ataxia, parkinsonism, dementia and seizures have also been reported 1, [4] [5] [6] [7] . Diagnosis is made by demonstration of giant cytoplasmatic inclusions in granulocytes on a peripheral blood smear. There is no specific treatment of CHS, although bone marrow transplantation has shown satisfactory results 1 .
We describe a child presenting with seizures as neurological manifestation of CHS.
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CASE REPORT
An eleven-month-old white girl was evaluated for five episodes of generalized tonic-clonic seizures and one episode of tonic seizure.She had grayish hair and partial cutaneous albinism since four months of age (Fig 1) . There was a history of recurrent pyogenic infections, especially skin infections, and upper and lower respiratory tract infections. Her development was otherwise normal. Neurological examination was normal, except for mild fotophobia. Ophthalmological evaluation did not disclose any abnormalities. Interictal EEG revealed recurrent symmetrical slow waves from 0.5 to 3 Hz, 70 to 150 mV and spike-and-wave discharges at a rate of 2.5-3 Hz. Cranial CT scan disclosed a small hypodense lesion in the right temporal subcortical area without contrast enhancement. MRI showed a cystic image in the right medial lobe, resembling CSF signal in T1, T2 and inversion recovery intensities. It was suggestive of a neuroephytelial cyst. Nerve motor and sensitive conduction studies were normal. Blood smear showed leukocytes with large granules (Fig 2) . Seizures were successfully controlled with phenobarbital.
DISCUSSION
Seizures have long been noted as a neurological manifestation of CHS 1, [4] [5] [6] [7] . Both central and peripheral nervous system manifestations seem to be due to accumulation of lymphocytes and histiocytes in nervous tissue 8, 9 .
There are few radiological studies of CHS 6, 7 . They have showed marked diffuse brain atrophy, especially in the temporal lobe.
In our patient, the diagnosis of CHS was supported by partial albinism, abnormal susceptibility to infection and confirmed by the presence of giant granules in the leukocytes. The radiological studies were normal, except for the neuroephytelial cyst. We do not attribute seizures to the cyst. Problably they were complications of the disease. The other reports of seizures in CHS suggest that it is more than a matter of coincidence. Although CHS is rare, its neurological manifestations are common and pleomorphic. As patients occasionally do not have oculocutaneous albinism neither increased susceptibility of infection, CHS needs to be differentiated from many primary neurological disorders. In some patients diagnosis is considered only after observation of giant intracellular granules as an incidental finding on a peripheral blood smear.
